lpunoxeHue

6e3 POEMS, necmorps nposeaenne CHOP repariu (8 1ukiioB) Ha-
Omonanack Tpancdopmarmst bK B muddysHyto KpynHOKIETOUHYIO
B-xierounyro mumdomy. Cpenn HaOMOTaCMBbIX HaMH OOJIBHBIX,
ymepr 3 genoBeka. [Ipy 3ToM 2 ¢ MIa3MOKJICTOYHBIM BapHAHTOM
MBK u ycranosnenusiM POEMS ¢ Tspkenoil nonuseiiponareil B
CBSI3H C MPOTPECCHEH OIMyXO0JIeBOro mpotiecca U 1 OONbHOI ¢ rHaH-
HOBO-BAaCKYJISIPHBIM BAPHAHTOM OT HECYACTHOTO CITydasl.

3akniouenue. BK xapakrepusyercst pa3HOOOpa3HbBIMU KJIH-
HUKO-Mopdonoruueckumu nposiaeHusiMu. POEMS-cunapom
yacToe ociiokHeHne y OonbHbIX MBK. Dddekt Tepanuu y
6onpHbIX MBK 3aBucut ot Mopdosioruueckoro tuna 00jae3Hu
n Hanuuuss POEMS-cungpoma. Mcnonb3oBaHue COBpPEMEH-
HBIX MTOJIXOJO0B K TEPAMUH MO3BOJSET JOOUTHCS XOPOIINX pe-
3yJIbTATOB.

MpyMeHeHNA NHTEHCUBHON NOAUXMUMMOTEPanuK Npy NepBuYHo numdpome Kocter

A.K. MoposoBa ', E. E. 3BoHkoB', C.K. KpaBueHko ', B.E. MamoHoB ', M.A. LlentnnHa ', A.Y. MaromepoBa ', A.M.KpemeHeLkas ',
A.M. KospurnHa ', 2.I. Tempeka ', .J1. CtposkoBckuii 2, A.N. Bopobbes !

'OrBY lemaTonornyecknin HayuHbin LeHTp MrH3gpascoLpa3BuTtra Poccuu; 2 fopoackas KnnHnyeckas 6onbHuLa N2 62, Mocksa

Beeoenue. Tlepeuunbie mumdpomsr kocteit (TIJIK) sBsiroT-
Csl PEIKUMHU SKCTPAHOAANBHBIMU omyxoiasMu. B 90% ciryuaes
ycTaHaBIuBaeTcs auarHo3 1ud¢ysHas B-kpymHokieTouHas
mampoma (B-KKJT). Crangaprom neuenus [1JIK sBiseTcs nonu-
xumuorepanus (ITXT) mo cxeme CHOP B couyeranuu ¢ my4eBoit
tepanued. B rpynne Gonbubix [TJIK ¢ JOKanbHBIMU CTaANUSIMHU
6e3 (hakTopoB HeOIaronpusTHOro nporuosa (OHIT) mpu ucnosb-
30BaHUM CTAHJAPTHON XMMHUOIYUYEBOH Tepanuu Oe3peluauBHas
5-netHss BeDKUBaeMocTh jgocturaer 80-100%. Ilpu namuuun
OHIT (yBenmyeHue KOHIEHTPAIMH JIaKTaTAeTuIPOTreHa3bl, MHO-
JKECTBEHHOE ITOpaKeHHE KOCTEH U MATKHUX TKaHel, B-CUMIITOMBI,
pasmep oryxoinu Oosiee 6 cM, BOBJICUCHUE PETHOHAPHBIX TUM]a-
THYECKHX Y3JIOB MPUMEHEHNE AHAJIIOTMYHOW TAKTHUKH TEpaIrTuH
H03BOJISIET JOCTHYb PEMHUCCUM TONIbKO y 20% OonbHbIX. Takum
00pa3oM, BO3HUKAET HEOOXOIUMOCTh B JTAJIbHEHUIIINX HCCIICA0BA-
HUSIX T10 TIOBBIIEHUIO P PEeKTHBHOCTH JieueHns1 60npHbIX [TJIK
¢ OHII. Llenb paboTel — orieHKa 3P HEeKTUBHOCTY UHTEHCUBHON
IXT no momuduumpoBanHoit nporpamme mNHL-BFM-90 y
B3pocibix 60bHbIX TTJIK ¢ OHII.

Mamepuanst u memoost. B uccnenoBanue ObUIH BKIIIOUEHBI
Bce Oonpubie [TJIK ¢ ®HII, nadmonasmmecs 8 'HIL ¢ 2007 mo
2012 1. — Bcero 22 60mbHBIX (13 MyX4uH 1 9 )KSHIIUH) B BO3pacTe

ot 16 no 69 ner (Mmenuana Bo3pacra 39 ner). Ha ocHoBaHUM TH-
CTOJIOTUYECKOT0, UMMYHOTHCTOXUMHYECKOTO M IUTOTCHETHYE-
CKOTO HCCJIEIOBaHUH OMONTATOB OIYXOJIM BCEM IMalMeHTaM ObLI
ycranosiieH auarao3 auddysuoit B-KKJI. JlokansHas IE cramus
(nopaxenue 1 koctu) Obiia ycranosieHa y 6 (27%) OONbHBIX,
IIE cranus (BOBICYCHHE PETHOHAPHBIX IUM(PATHUECKUX Y3II0B) —
y 3 (13%), IVcragus (MHOXKeCTBEHHOE MOpakeHHE KOCTel) — y
13 (60%). [ToBbIlIeHHOE COZIEpIKaHUE JIAKTATIACTHIPOreHa3bI BbI-
sBieHo y 13 (60%), B-cumnromsr —y 15 (68%) GonbHBIX, 60IB-
e pasmepsl omyxonu —y 20 (91%).

Bcewm nanuenTam nposeeHsl 4 kypca uatencusHoi [TXT o
nporpamme mMNHL-BFM-90. TMocne oxonuanus [IXT 5 Gomnb-
HBIM C JIOKJIBHBIMU CTAIMsIMHU MPOBEAEHA KOHCOJIHAMPYIOLIAs
JIy4deBasi Teparnusi B cyMMapHoi jo3e 3642 I'p.

Pesynomamot u oocyycoenue. 13 22 6ompubix [JIK, momy-
gumuX [IXT o nporpamme mNHL-BFM-90, y 21 (95%) Goub-
HBIX TOJy4€Hbl PEMUCCUH CO CPEAHUM CPOKOM HabmropeHus 23
Mec (or 1 1o 68 mec). Perumue paszeuiics y 1 GonpHOTO uepes
MOJITO/IA TIOCJIE OKOHYAHHUSI JICUCHUSI.

3axnrouenue. TlomyueHHble Pe3ydabTaThl CBUAETEIBLCTBYIOT O
BbIcOKOI xuMuuyBcTBHUTEIbHOCTH [TJIK. B rpymme 6ombabix TTJIK
¢ OHIT tepanueti BeiOOpa siBisiercst iporpamma mNHL-BFM-90.

Pe3ynbTaTtbl NeueHus muenonponudepaTnBHbIx 3aboneBaHuii c 303nHodpunne n NAMONaTNYECKoro
rMneps03nHOoPUIbHOrO CMHAPOMA
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Beeoenue. 3aborneBaHus, CONPOBOKIAIOIIUECS J03UHOPH-
JIMEH, BCTPEYAIOTCS B TIPAKTHKE reMaToliora KpaiHe pelko; mpu
9TOM, CXOXKECTh B PsAJE CIIyuyaeB KIMHUYECKUX IPOSIBICHUN U
7Ta00PaTOPHBIX JNAHHBIX IMPU 3a00JE€BAHUSAX C MPHHIHUITHAILHO
Pa3IMYHBIMKM NPHUYUHAMHU 303uHO(MIMK (nponudepaTHBHON B
paMKax MMEJIOUHBIX OIMyXOJel M peakTMBHOM B OTBET Ha pa3-
JMYHBIC CTUMYJIbI) 3HAYUTEIIFHO YCIOXKHSAET OIpe/esieHue Tepa-
MEeBTUYECKOW TaKTUKU. B mocnennue roapl, O6aaronaps ycnexam
B 00/1aCTH MOJIEKYJISIPHBIX HCCIICIOBAHNH, U3 TPYIIIHI 3a0071eBa-
HUiA, 0003HauaeMbIX coracHo Kiaccupukamun BO3 kak xpo-
HUYECKUH 303MHOMUIBHBIN JICHKO3/UANONIAaTUYECKUI THITEPI0-
3MHOMWIBHBIA CHHAPOM, BBIICIMINCH HOBBIE HO30JOTHYECKHUE
(opMBI — "MUEITIOHTHBIE OITYXOJIH, aCCOLIMUPOBAaHHbIE C peapaH-
*upoBKaMu reHoB PDGFRA u PDGFRB". IlaToreHeTn4ecKum
METOZIOM JICUCHUS], TO3BOJSIOMINM OBICTPO AOCTHYL ITOJHOM
KJIIMHUKO-T'eMaTOJI0OIHYECKOM U MOJICKYJIIPHON PEeMUCCHH, SIBIIS-
ercss unruourop PDGFRA- u B-tuposunkuna3s (UTK) miusek.
Tam ke, TAe MONEKyIsIpHbIE "MULICHHU" UIT UMEIOIIUXCS B Ha-
crosimee Bpemss UTK oTCyTCTBYIOT, TepareBTHUYECKHNA CIIEKTp
HeBenuK. OCHOBHBIMH BapUaHTaMH JICYCHUS 3a00JI€BaHM, CO-
MPOBOXKIAIOLIMXCS  903MHOGMINEH, MO-IPEKHEMY OCTaIOTCs
npenaparsl uaTepdepona-o (IFNa), TapoKcHMOUeBHHA, TIOJHU-
xumuorepanus (I1XT), koprukocrepoussl. B HacTosiei pabore
IPECTaBIeH COOCTBEHHBIH OIIBIT JICUCHHUS! OOJBHBIX C THIIEpPd-
03MHO(MUIBHBIMU CHHIPOMAMH Pa3JIMYHON ITHOJIOTHH, U JIaHa
otieHKa 3(PEKTUBHOCTH BAPUAHTOB TEPAIIUH.

Mamepuanwvt u memoowt. O01IEEe YUCTIO OOIBHBIX C THIIEPIO-
3UHO(UITHEH, MOTyYaBIIKX JieueHue B pasHbie Toasl B [HI] — 60
yenoBeK. YUCI0 MaueHToB ¢ MUuenonpoardeparnBHbIMU 3a00s1e-
Barusimu (MI13) cocraBuiio 33 yenoBeka, U3 HUX C BEpUDHUIUPO-
BaHHBIMU TeHeTnaecknMu MyTarwsimu — 28: ¢ FIP1L1-PDGFRA-

anomanueit 23; ¢ PDGFRB — 2, ¢ ipyrumMu HMTOr€HETUYECKMMU
HapylieHUAMH — 3 OonbHBIX. Y 5 marpienToB MII3 Obuto mos-
TBEPIKJICHO Pe3yJbTaTaMU ayTONCUU (MOJIEKY/IIPHOE HCCIIEN0Ba-
HUE JUld UCKITIoueHUs1 aHomainuii reHoB PDGFRA n PDGFRB na
TOT MOMEHT ellle He BBINOIHIOCH). B ocraBmmxcst 27 ciaydasx
MPUYMHA S03WHOQHINY, B TOM YHCIIE, TEHETUYECKHE aHOMaJINH,
He OblIa yCTaHOBJICHA, M 3a00JI€BaHNE PACCMATPUBAJIOCH KaK TH-
Nep303MHOPMIIBHEINA CHHAPOM: 14 MalnmeHToB 00CIeI0BaHbI HE B
nostHOM o0ObeMe (0e3 LMTO- M/WIIM MOJIEKYJISPHO-TeHETHYECKOTO
MCCIICZIOBAHUIT); B OCTABIIUXCS 13 cilyyasix Ipu CTaHIapPTHOM IIHU-
TOT€HETUIECKOM HCCIICIOBAHNY M JAHHBIX TTOJMMEpa3HOH IeHOH
peaxuu (ITLIP) 3a KIOHANBEHOCTH HE MOTYYEHO, YTO JaJI0 OCHOBA-
HUS PAaCLEHUBATh THIIEPIO3UHOPUIBEHBIN CHHAPOM KaK UIHOMATH-
uyeckuil. Meronel neuenust: mpenaparsl [FNo, ruapokcuMoueBrHa,
Kypesbl nonuxumuorepanuu (ITXT: mainble 10361 UTO3apa, 'S + 2",
AVAMP, COP), KOPTHKOCTEPOU IbI, IJIMBEK.

Pesynomamot u  oocyncoenue. DPHEKTUBHOCTD TIIHBEKA
(mosHbIHA UK YacTUYHBIHA 0TBeT) cocTaBuia 92% npu PDGFRA-
u PDGFRB-no3utususix MII3 1 31% B ciyuasx, rae "mumenn"
[JIMBEKa HE BBUIBJICHBI WM HE HCCIENOBaHbL D()(PEKTUBHOCTD
JIPyTUX METOJIOB JICUCHHs B 3aBUCHMOCTH OT HAJIMYUS WM OT-
cyrcTBusl mpu3HakoB MII3: a) Bce KiIOHaNbHBIC 3a00JICBaHUS U
MUEJIONPOIU(EepaTHBHBIN BAPHAHT TUIIEPIO3MHO(DUIBHOTO CHH-
npoma: IFNa 67%; IIXT 64%; rugpoxcumoueButna 100% (mpu
Pa3BUTHUN TEMaTOJOTHYECKON TOKCHUYHOCTH 3—4-ii CTemeHu BO
BCEX CIIyJasix), KOPTUKOCTEPOHIbI — HEeT dpdeKkTa HA B OJHOM
ciydae; 0) Her npusHakoB muenonponudepanun: [FNo 100%;
IIXT 75%; xoptuxocrepounsl 100%.

3axntouenue. I'nuBex sIBISIETCS BEICOKOI(P()EKTHBHBIM METO-
nom Tepanuu PDGFRA- u PDGFRB-no3utusHbix MII3, Torna
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